These results are at odds with data obtained through segregation of alleles for markers flanking the Li gene. Somatic and germline mosaicism is the most plausible explanation for these data, which also provide further evidence for genetic homogeneity of X linked hydrocephalus. (J Med Genet 1996;33:248-250) 
. Repeated sampling and DNA fingerprinting were used to eliminate the possibility of sample misidentification, and thus the existence of a second gene for X linked hydrocephalus was suggested. Germinal mosaicism, a higher than usual recombination rate, or a chromosomal rearrangement in Xq28 could also explain these data and in view of these possibilities mutation analysis of the LI gene was undertaken. This mutation was most easily visualised by heteroduplex analysis which was therefore used to show complete segregation of the deletion with the disorder within the pedigree ( fig 1B) . Heteroduplexes are visible for the two affected boys and four obligate carrier females, whereas none of six healthy sons of carrier mothers has the mutation. This includes the two healthy brothers (9 and 14) who had previously been shown to have inherited the same Xq28 haplotype as their carrier sisters for markers flanking the LI gene ( fig IA) . One possible explanation for the genetic results obtained with this family is gonadal mosaicism of subject 3. However, using DNA from blood samples obtained on two separate occasions, this person was repeatedly identified as a somatic carrier of the deletion.
Two lines of evidence indicate that the mutation identified in the LI gene causes the disorder in this family. Firstly, the mutation segregates with the disease despite discordant segregation of alleles for flanking markers. Secondly, the nature of the mutation is similar to that observed in other families with severe X linked hydrocephalus. We have identified three additional mutations in three independent families that would result in truncation of the LI protein before the transmembrane domain6 (unpublished observations). All three families represent the severe end ofthe clinical spectrum observed for this disorder.
An explanation is required for the discordant genetic data described for this family. One possibility is the occurrence of double re- 
